Objective: To describe the first case of infantile Pompe disease to be treated in Brazil.
Introduction
Pompe disease, also known as glycogenosis type IIa, is characterized by autosomal recessive inheritance and lysosomal glycogen accumulation resulting from a deficiency in the acid alpha-glucosidase enzyme (AAG). 1, 2 The initial manifestations may occur while still in the uterus or as late as the fifth decade of life and the speed of progression may be rapid and lethal (infantile onset) or extremely slow (late onset). 1, 3, 4 Total incidence is estimated at 1:40,000
live births and the infantile form is less common (1:138,000)
than the late form (1:57,000). 1, 5 The principal mechanism of Pompey disease is a build-up of intralysosomal glycogen, resulting in major intracellular accumulation. As the disease progresses, lysosomes rupture and intracellular "glycogen lakes " form, stimulating secretion of other hydrolases into cytoplasm, causing autophagy and cell death. 1, 2 Muscle and nerve tissues are the most affected. In muscle tissues, myofibrils are substituted by glycogen, resulting in reduced contractility, hypotonia and a feeling of hardness on palpation. 6, 7 In nerve tissues, glycogen infiltration affects cerebral Purkinje cells, cortical neurons, the Schwann cells of small nerves in the diaphragm and, primarily, motor neurons in the ventral horn. [7] [8] [9] Definitive etiologic diagnosis is achieved by AAG enzyme activity assay 4 and by genotyping using molecular biology techniques. Oligosaccharide chromatography or detection of glycogen GLc4 in urine can also aid with diagnosis.
1,10
The infantile form has onset within the first months of life and is lethal. On average, the first symptoms appear at 1. nine times compared with treatment outset (Figure 1 and Table 1 ), and cardiac function parameters had almost returned to normal.
Discussion
It is estimated that there may be from 1,000 to 3,500 patients with Pompey disease in Brazil. Although it is uncommon, this disease has a significant impact, with high levels of morbidity and lethality in it is infantile form and high morbidity in its late form. 
